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individual   genomic   variations   in   biological   processes.   Among   the   large   amount   of   individual 
variations (more than 10 millions displaying a frequency higher than 1% in studied populations) 







and   correspondence   between   two   heterogeneous   sources   is   not   obvious.  We   propose   here   to 
formalize  knowledge  on  genomic  variations   in  view of   integrating   the  data   and   its   associated 
knowledge in a uniform semantic environment defined by an ontology. 
Variation  databases   indifferently   represent   variations   in  DNA,  RNA  or   protein.  Thus,   they 
represent as well the original variation and its repercussions. In addition, the representation of   a 
variant position differs depending on the reference sequence (and its version) used to locate it.  A 







In   the   first   step   of   the   ontology   design,   UML   class   diagrams   are   used   as   a   support   for 
conceptually modeling the domain. By analogy with database schema and with global schema used 
for   data   integration,   we   express   with   UML   an  ontology   schema  that   describes   concepts   and 
relationships between them [1]. Once conceptualized, the domain knowledge is formalized in OWL 





equivalence   between   variants   displaying   different   representations,   calls   for     explicit   domain 
knowledge   about   gene   structure,   transcript   definition,   genetic   code.  These   concepts   and  other 
specific   ones   have   been   defined   for   taking   into   account   any   variant   representation.   Existing 




in  accordance   to   the  SNP­Ontology  semantics,  and   for   entering  variant   individuals   in  a  SNP­
specialized knowledge base.  Thanks to the wrapper, we populated the SNP­Ontology knowledge 







The  resulting  fully  consistent  GeneA­SNP­knowledge base  offers   facilities   to  query   its  variant 
population according to their properties such as position on a given sequence. This functionality 
contributes to the data selection step in the early stages of a pharmacogenomic KDD process.
Our   approach  differs   from   integrated   solutions   for   variant   and   more  general   ones   such   as 
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